Background: Achondrogenesis type II is a lethal form of osteochondrodysplasia characterized by short trunk, disproportionately large head, prominent forehead, micrognathia, extreme micromelia, anasarca, large abdomen and poor ossification of the bones. The children with achondrogenesis are usually born premature, or die in the neonatal period mostly from respiratory failure. We report the case of a live term newborn infant with achondrogenesis type II who died shortly after birth. Methods: We report a case of achondrogenesis type II in a live male newborn. Results: We report the case of a term male infant delivered to a 24-year-old woman with a chondrogenesis type II confirmed radiologically but died at age 5 days. Conclusion: Whenever a skeletal dysplasia in a fetal dwarfism is suspected, a proper work-up plan should be done to evaluate family history. A clinical, radiographic and histopathologic examination, should be done and confirmed by genetic study. Following evidence-based diagnosis, patients could be offered termination of pregnancy after counseling.
that achondrogenesis was a heterogeneous group of chondroplasia lethal to neonate. Achondrogenesis type I and II were distinguished on the bases of radiological and histological criteria. In 1983, a new radiological classification of achondrogenesis type I-IV by Whitley and Gorlin was adopted in the McKusick criteria [5] .
Achodrogenesis was derived from Greek word meaning "not producing cartilage" [2] . It is a lethal disorder characterized by extreme micromelia, short trunk, a disproportionately large cranium, and anasarca [6] [7] [8] . Radiological features are characteristic, with virtual absence of ossification of the vertebral column, sacrum, pelvic bone, poor ossification of the skull, multiple rib fracture (Type IA and Type IB), and very short, broad bones of the extremities with marked bowing [1] [6] [7] [8] .
There are two types of Achondrogenesis. Type I is of an autosomal recessive inheritance with subtype IA (Houston-Haris type) and type IB (Parenti-Fraccaro type), and are often hard to tell apart without genetic testing [1] [6] [7] [9] . Type IA is the least well understood one of the three forms of achondrogenesis. It results from mutation in TRIP II gene which provides instructions for making a protein GMAP-210. This protein plays a critical role in Golgi apparatus, a cell structure in which newly produced proteins are modified so they can carry out their function [9] , while type IB results from mutation of SLC26A2 gene which provides instructions for making a protein that is essential for the development of cartilage and for its conversion to bone [9] .
Achondrogenesis type II (Langer-Saldino) is mostly sporadic and was initially described by Langer et al. for couple who had a first child with this condition [7] . Type II incidence rate is approximately 1/40,000 -1/60,000 births [1] [6] .
We reported this case study of a live term newborn infant with achondrogenesis type II.
Case Report
An 11 hours old term male neonate was admitted into the Special Care Baby Open Journal of Pediatrics Mother is a 24-year-old housewife, while father is a 28-year-old butcher in a monogamous family setting; both parents have no formal education and were displaced from their native home due to insurgency.
Examination revealed a uniformly pink baby, febrile (39.1˚C), was anicteric, cyanosed, with edematous lower limbs, he weights 2 kg and was noticed to have severe micromelia. Head circumference 35 cm, had prominent forehead and depressed nasal bridge, micrognathia, low set ears, poor incurving of the pinna, skull is soft (craniotabes) with absence of bone at the temporal region, anterior fontanelle was widely patent with sutural diathesis. He was conscious with slightly depressed cortical stimuli and primitive reflexes (Moro, sucking and palmar reflexes).
Musculoskeletal system (MSS): the limbs were severely shortened with severe micromelia ( Figure 1, Figure 2 ).
Respiratory system (RS): patient was dyspneic and tachypneic, RR 80 CPM, breath sound was broncho vesicular.
Heart rates 204 BPM, heart sounds were 1 and 2 only, no murmur heard.
Abdomen was full, moved with respiration, umbilical stump tied with thread and clean, had normal male external genitalia, there was left direct inguinal hernia and absent testicles.
At admission, a working diagnosis of multiple skeletal dysplasia and presumed sepsis was made. An x-ray done reveals normal cranial ossification with short ribs and failure of ossification of lumbar and cervical spines, sacrum and pubic bones necessitating a change of diagnosis to Achondrogenesis type II with presumed sepsis (Figure 3, Figure 4 ). 
Discussion
Achondrogenesis type II is one of the severe forms of congenital achondroplasia where there is malformation of bone and cartilage which are very rare with few cases reported and mostly as stillbirth. It is inherited as an autosomal dominant disorder; a result of mutation of COL2A1 gene, chromosomal locus 12q8.11 -q13.2, a collagenopathy type II with sporadic cases [5] .
The recurrence risk of having another child with achondrogenesis for two in unaffected parents is rare. However, the incidence of achondrogenesis type I (autosomal recessive) is 25%. There is no record of sex preponderance, however most reported cases are male hence the risk of high mutation rate in male because of the germ-cell division rate is higher than that of female. Achondrogene- gestation by termination of pregnancy following prenatal sonographic examination [13] . Other reported cases were diagnosed prenatally using sonological examination which can be detected as early as 12 weeks of gestational age. It is also of importance to differentiate this rare lethal fetal dwarfism from other forms of Open Journal of Pediatrics chondroplasia such as thanatophoric syndrome and achondroplasia which are less lethal. Evidence based diagnostic approach can be done by prenatal sonological examination, infantogram, histopathological study, DNA analysis, mutational analysis and by chondrocyte culture [14] , however, most of these investigations are not readily available in developing countries (Nigeria inclusive) and limited health centers assessable to pregnant mothers, thereby making diagnosis difficult in early pregnancy in developing countries like ours.
In our case, although the pregnancy was booked at a secondary health facility, the diagnosis was missed prenatally and the pregnancy was carried to term unlike others ending up as preterm delivery. The woman could have benefited from termination of pregnancy at early stage, had this been diagnosed early. Our patient presented at age 11 hours with normal cranial ossification, however, has failed ossification in the cervical and lumbar spines. The baby also has failure of ossification in the sacrum and pubic bones in addition to features of sepsis compounded by severe anaemia worsening the outcome. We report this case to remind clinicians of the occurrence of this rare form of achondroplasia-achondrogenesis type II and a need to carry out early sonological examination of all pregnant mothers.
Conclusion
Achondrogenesis type II is a lethal form of skeletal dysplasia that is inherited as a de novo autosomal dominant mutation of COL2A1 gene on chromosome 12q8.11 -q13.2. Whenever a skeletal dysplasia in a fetal dwarfism is suspected, a
proper work-up plan should be done to evaluate family history. A clinical, radiographic and histopathologic examination, should be done and confirmed by genetic study. Efforts should be made to differentiate this lethal dysplasia from others which are less lethal such as thanatophoric dwarfism and achondroplasia.
Following evidence-based diagnosis, patients could be offered termination of pregnancy after counseling.
Consent
An informed consent was obtained from the patient's parents.
